reported a sib pair with features of type II OFD syndrome, drawing attention to the dental anomalies. Both children were below the third centile for height, with mesomelic shortening in all four limbs. Radiographs revealed flared metaphyses in the long bones of the forearm and foreleg with abnormal constriction of the metaphyses of the proximal tibiae. Temtamy inheritance. When the parents are healthy first cousins this genetic basis becomes very probable, even though the parents come from a group where inbreeding is frequent.
The mesomelic limb shortening, particularly involving the tibiae, is of importance in classification, antenatal diagnosis, and prognosis. The Following the birth of one affected child, antenatal diagnosis may be offered. An ultrasound scan to detect polysyndactyly and the abnormally short tibiae may be attempted and where doubt persists fetoscopy should be considered. This has been offered to the parents and also to their sibs who, as is seen in the pedigree, show comparable consanguinity and are therefore also at risk.
The abnormalities shown on the CT scan, together with the developmental delay noted clinically, support the view that significant mental retardation may be present in these sisters. It should be noted, however, that the sibs described by Goldstein and Medina4 were of normal intelligence. The short dysplastic tibiae and the attendant joint instability constitute the other long term problem. Major orthopaedic intervention will be necessary to permit mobility.
(d) PA x-ray of left forearm and hand. Postaxial polydactyly with a rudimentary sixth metacarpal associated with two phalanges. Mild camptodactyly is present and there is hypoplasia of several middle phalanges.
